SUMMARY A family with familial cerebellar ataxia and hypogonadotropic hypogonadism is described. The condition was inherited as an autosomal recessive defect. CT scan in one case revealed cerebellar and brain stem atrophy. Endocrinological tests showed abnormalities only in two patients who were clinically affected. In both cases raised gonadotropic levels were found after repetitive stimulation with luteining hormone-releasing hormone which suggests that the hypogonadism was due to a primary hypothalamic disturbance.
given with mestranol 80 mcg and mestranol 80 mcg plus chlormadinone acetate 20 mcg, and regular menstruation had been achieved. Neurological problems had started at 19 years with dysarthria. Since the age of 30 years, unstable gait, intention tremor and urinary incontinence had occurred. On examination, the patient was cooperative with no signs of dementia, but there was marked limb and axial ataxia, with scanning dysarthria and generalised hypotonia. Muscle-stretch reflexes were enhanced symmetrically; plantar responses were flexor. Sensitivity to pain and proprioceptive sensation were diminished distally in all four limbs. There was bilateral pes cavus, but no other motor deficit, amyotrophy, scoliosis or nystagmus were observed. Cranial nerve testing was normal. The development of secondary sexual characteristics was normal.
Routine blood and urine testing, serum immunoglobulins, EEG, ECG, chest and skull radiographs were all normal. Amino acid determinations by chromatography on ion exchange column in serum and urine showed no abnormalities. Karyotype was 46 XX. Serological tests for syphilis were negative. CSF tests for proteins, cells, glucose, gamma globulin and IgG were normal and VDRL was non-reactive. Motor and sensory conduction velocity of the median nerve, and electromyography of the abductor pollicis brevis and tibialis anterior muscles were normal. Cr scan showed enlargement of the fourth ventricle and of the superior cerebellar, prepontine and cerebellopontine angle cisterns (fig (B) ), and atrophy of the superior vermis (fig (C) 
